SUMMARY A family is described in which incontinentia pigmenti (IP) is~variably expressed in both sexes, compatible with either autosomal dominant or X linked dominant inheritance. This is the first reported instance of an affected male with a positive family history. Immunological studies of the proband showed no significant alteration of immune function. Cytogenetic investigations of the proband and her affected brother and mother revealed no unusual propensity for chromosome breaks or gaps and no enhancement of sister chromatid exchanges.
Incontinentia pigmenti (Bloch-Sulzberger syndrome) is a familial multisystem disorder manifested by characteristic dermatological lesions associated with variable abnormalities of the teeth, hair, nails, eyes, blood, and central nervous system.' The skin lesions are usually present at birth, or appear shortly thereafter, and are initially characterised by an erythematous eruption with linear vesiculation and an associated leucocytosis and eosinophilia followed by verrucous growths which eventually resolve spontaneously leaving areas of atrophy or depigmentation or both. 2 The majority of patients have dental anomalies which may involve the deciduous or permanent dentition. The Chromosome studies in some patients have shown an increased frequency of chromosome breakage although no systematic rearrangement has been described. [9] [10] [11] [12] [13] The family reported here is the first described in which genetic transmission of IP resulted in an affected male and female. There was no suggestion of lethality or greater severity in the affected male. Chromosome studies of the leucocytes from three affected family members, as well as immunological investigations of the proband, were carried out and provide further data on the expression of this genetic disease.
Case reports
The proband was a 9-month-old female infant who was referred for genetic evaluation. She was the product of uncomplicated term pregnancy, labour, and delivery with a birth weight of 4026 g. Unusual vesicular lesions arranged in linear patterns were noted at birth mostly on the lower extremities and trunk and to a lesser degree on the upper extremities. These lesions gradually developed a brownish pigmentation and macular appearance although a few displayed a verrucuous pattern. At An older male sib was 3 years old and in good health except for a history of repeated dental evaluations for enamel hypoplasia particularly affecting the incisor teeth. He had no history of similar skin lesions as an infant and no other history of medical problems. The mother was 25 years old and except for allergies was in good health. She had had no miscarriages or stillbirths. As an infant she had blister-like skin lesions similar to her daughter's and these eventually resolved. The skin over her lower extremities, however, was always mottled. In addition, her incisors were widely spaced and she had a persistent patch of alopecia. The mother was the second oldest of a sibship of 13 with five males and eight females. There was, in addition, one female stillborn and one female infant who died at 3 weeks with bowel eventration. Two of the mother's sisters, aged 20 and 12, and a 9-year-old brother also had mottling of the skin. Another 10-year-old brother and the mother's 46-year-old mother had widely spaced teeth similar to the mother's but no history of skin lesions, alopecia, or other medical problems.
Examination of the proband showed a head circumference of 45 cm (75th centile), weight 8-75 kg (50th to 75th centile), and length 69.5 cm (50th centile). There were brownish macular-papular lesions distributed in whorled or linear patterns over the scalp, trunk, and extremities, particularly in the lower extremities, on the left more than the right. In addition, there were brownish verrucous lesions over the second left toe, the left index finger, and the right thumb. Figs 2 and 3 
Discussion
The family reported here illustrates the marked variability in expression of the gene for incontinentia pigmenti. The proband by history and examination manifested the typical skin lesions and in addition had central nervous system involvement demonstrated by the ventricular enlargement and hypotonia. The presence of only one minimally erupted pegshaped incisor and the lack of specific palpable teeth at 9 months of age may indicate dental abnormalities, but the young age of the proband makes these findings inconclusive. The proband's brother, however, had not only definite thinning of tooth enamel but various hypopigmented macules and a hyperpigmented patch. The hypopigmented streaks may in some patients represent the eventual sole dermatological manifestation of the disease. Wiley and Frias2 emphasised the value of these lesions in the diagnosis of asymptomatic relatives or when other signs are equivocal. The mother was the only member of a sibship of 15 to have skin lesions in early infancy similar to her affected daughter. At present, her only skin manifestations are a circumscribed area of scalp alopecia and a prominent cutis marmorata of the lower extremities. The mother reported similar changes in the skin of two sisters, aged 20 years and 12 years, and a 9-year-old brother. This brother, a 10-year-old brother, and the mother's 46-year-old mother also have gaps between the teeth but no other history of abnormalities of the skin, hair, eyes, or nervous system.
The presence of cutis marmorata or livedo reticularis in patients with incontinentia pigmenti has also been described in a family reported by Reed et al. 15 Although the later skin manifestations of IP commonly assume a reticular pattern, the nature of the lesions and other associated abnormalities usually serve to distinguish IP from benign cutis marmorata or livedo reticularis. In a few patients, however, such as the mother of the proband and possibly some of her sibs, the cutis marmorata may represent another manifestation of the IP gene. Unfortunately, the mother's sibs could not be examined and the limited information available suggests, but is insufficient for, the diagnosis of IP.
The occurrence of a family with incontinentia pigmenti affecting both sexes has not been noted previously. Carney 
